In this report a Negro family with an unusual combination of chromosomal anomalies is de-scribed. The propositus was a trisomy-21 mongoloid, with a paternally-inherited D/D translocation.
The occurrence of diverse chromosomal anomalies within one family has been well documented (Barnicot, Ellis, and Penrose, 1963; Benirschke et al., 1962; Gustavson, Atkins, and Patricks, 1964; Hamerton, Giannelli, and Carter, 1963; Hauschka et al., 1962; Hustinx, 1966; Johnston and Petrakis, 1963; Lejeune et al., 1963; Miller et al., 1961; Therman et al., 1961; Wright et al., 1963; Zergollern et al., 1964; Brown et al., 1967) .
In this report a Negro family with an unusual combination of chromosomal anomalies is de- scribed. The propositus was a trisomy-21 mongoloid, with a paternally-inherited D/D translocation.
A sib was shown to have an XXXXY sex chromosome constitution.
Case Reports
The propositus, a 4-year-old boy, was brought to the Clinics because of poor speech development. He was the product of an uncomplicated pregnancy and a fullterm normal delivery, birthweight 3-01 kg. and length 48-3 cm. An umbilical hernia was repaired at the age of 2 years. There were no other problems except that the developmental milestones were retarded. He was able to sit up at 9 months, to stand at 12 to 15 months, and to walk at 18 months. Physical eamintion showed a fairly active, well-nourished 4-year-old child, weight 17-3 kg. (above 50th centile), length 101 cm. (25th centile), and head circumference 508 cm. (above 50th centile). He could only say a few words that his mother understood. The eyes were wide spaced, with epicanthal folds and mongoloid slants; the irides and fundi were normal. The fifth fingers were short and incurved, and there was wide separation of the first and second toe bilaterally. The heart sounds were normal and no murmurs were audible. There were no palmar simian creases, but the axial triradii were distal. The clinical diagnosis was Down's syndrome.
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There were 2 other sibs, both male. A younger brother was 8 months old and the product of a 40-week gestation, birthweight 1-82 kg. Physical examination revealed a small well-nourished infant weighing 6-8 kg.
(below the 10th centile), with a length of 62-2 cm. (below the 10th centile) and a head circumference of 43-2 cm., equivalent to that of a 6-month-old infant. He could roll over, but he could not sit by himself.
There were hypertelorism, strabismus, bilateral epicanithal folds, and slight antimongoloid slanting of the eyes. There was a high-arched palate. The heart was normal. The nipples were widely spaced. An umbilical hernia was present. No palmar simian creases were noted. The penis was small with a normal urethral opening, the testes were undescended, and the scrotum appeared normal. Radiological examination of the elbows was negative, with no evidence of radio-ulnar synostosis.
An older brother, aged 6, showed normal physical and psychomotor development. The father, who was 31, was born in Barbados and was phenotypically normal. His sister had had 2 spontaneous abortions and a phenotypically normal daughter. The mother of the index case was 40 and appeared normal. She gave no history of any other pregnancies or miscarriages. There was no family history of mental retardation or of congenital abnormalities.
Cytogenetic Findings
The chromosomes of both parents and the three children were studied in leucocytes cultured by a modification of the method of Moorhead et al. (1960) . The chromosome counts are sunmmnarized in Table I . All cells of the propositus contained 46 chromosomes with trisomy in the G group (21-22). In addition, there were only 4 normal members of the D group (13-15). In place of 2 large acrocentric chromosomes there was an odd metacentric chromosome comparable in size to a No. 3 which was interpreted as a D/D translocation since the remainder of the karyotype, with the exception of the trisomy in the G group, appeared to be normal (Fig. 1) .
The modal number of the younger sib was 49, with 3 additional chromosomes in the C group (6-X-12 photographed. Autoradiographic stripping film (Kodak AR 10) was applied to the slides in the dark for 4 days before developing. Labelled metaphases were photographed and composite karyotypes were prepared with the aid of photographs taken before the autoradiographic film was applied to the slides. Three heavily labelled X chromosomes were demonstrable in 40% of the labelled metaphases (Fig. 2) . The father's modal chromosome number was 45, with only 4 normal members of the D group present. A large metacentric chromosome similar to that found in the cells of the propositus was present in place of the 2 missing members of the D group. The karyotype was otherwise normal (Fig. 3) .
The karyotypes of the mother and the older sib were normal with a marker satellite in one member of the D group.
The family of the paternal aunt was not available for study. A pedigree is shown in Fig. 4 XXXXY sib is Gm (-3, ?5) . Reaction with Gm (5) group.bmj.com on July 3, 2017 -Published by http://jmg.bmj.com/ Downloaded from suggest a familial tendency toward nondisjunction (Hauschka et al., 1962; Miller et al., 1961; Johnston and Petrakis, 1963; Therman et al., 1961; Wright et al., 1963) . In other families the presence of a translocation is associated with additional chromosomal anomalies. Hamerton et al. (1963) Lejeune, Turpin, and Decourt (1960) .
Though chromosome studies of the paternal aunt of the propositus could not be done, the fact that she had two spontaneous abortions suggests that she may be a D/D translocation carrier. In the family under discussion, as well as in the published examples, it is possible that non-disjunction may be caused by the presence of a translocation that interferes with normal meiotic pairing. However, the data are biased because of selection of these families, many of them being selected because of the presence of mongolism. 
Summary

